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Annotation. The article presents data from a clinical case of congenital bullous 
epidermolysis (CBE) in a newborn. The genetic defect in the child manifested itself by extensive 
lesions of the skin and its derivatives in the form of large bullae, erosive surfaces, ulcers, with 
crust formation in some places. Skin defects were more localized in the hands and feet, as well 
as in the abdomen, back, buttocks, and pelvic area. There were also lesions of oral mucosa and 
nail plates. The child’s condition was evaluated as very serious. The disease had an undulatory 
character. 

There is no specific treatment for CBE. Lethal outcomes due to the development of severe 
pneumonia, sepsis, shock, dystrophy and other complications are not uncommon. However, 
proper, timely and comprehensive symptomatic therapy can in some cases significantly improve 
the condition of the patient. 

Key words: congenital bullous epidermolysis, newborn baby, skin and mucosa lesions, 
genetic defect 


BpooxkgéHHbin 6ynné3HbIM anugepmonus3 — rpynna peakux (OpcbaHHbIx) BPOrKAEH- 
HbIX FEHETUYECKUX 3aAGONeBAaHUN KOXKU, OOYCNOBNEHHbIX MyTaLIMAMU B reHaXx CTPyKTyp- 
HbIX 6eENKOB AepMO-3snvVgepMaNnbHOrO COeAMHEHUA, XAPAKTEPU3YIOLUUXCA NOBbILUCHHON 
YYBCTBUTENbHOCTbIO KOK K NHOOOMY MexaHUYeCKOMYy BO3QeENCTBUIO, NPOABNSAIOLUMXCA 
oOpa30BaHieM Ha KOKE VU CHU3UCTbIX O6ONOUKaX Ny3bipeu uv 3po3un [4,9]. B HeKoTOpbIx 
OTCYECTBEHHbIX NYONUKALIMAX EO HA3bIBAIOT TAKKE HACNEACTBEHHOU Ny3bipyarTKON, a B 
3apyO@xKHbIx — «mMexaHobynné3Haa Gone3sHb», - OANH U3 CAMbIX TAYKENbIX HACNeACTBeH- 
HbIX EPMaTo3os [2]. 

BaxkHocTb o6cy>kHeHuA OOycnoBneHa TeM, 4YTO NPY FaHHOM 3a60neBaHUN MODKeET 
nopaxKaTbCA HE TONbKO KOKA, HO VU BHYTPEHHMe OpraHbl, HEPBHaA CUCTeMa, YTO AOCTAaB- 
NAeT AUCKOMCPOpT, yxXyALWaeT KAUECTBO 2%KU3HU AETeEN C HAHHOU NaTONorMen u NpUuBOANT 
K paHHeN UHBanugusauun [1,5]. B page cnyyaeB BO3MOXKEH NeTanbHbInN ucxog [3,10]. 
Mo AaHHbIM NuTepatypsl, B NocneAHMe rofbl OTMeYaeTCA YBENUYEHUe YACTOTbI CnyYaeB 
reHeETUYeECKUX 3ab0NeBaHNM, YTO CBA3AHO C HEONaronpuATHbIMM BKONOrMUYeCKUMN yCno- 
Buamy [6,8]. BbIlwecKa3aHHOe FOKa3bIBaeT AKTYANbHOCTb U3yY4aeMON TEMBI. 

TepmuH «6ynné3HbiIM snugepmMonu3» BnepBble ObIn ucnonb30BaH B 1886 rog”y 
HeMeLIKUM AepmMatonorom TeHpuxom Ké6Hepom, xoTA cnyyan, CxOxKNe C GaHHbIM Au- 
arHO30M, ONMCbIBaNUCcb uv AO Hero. B 1962 r. MupcoHom Obina pa3spa6oTaHa nepBaa 
cxema Knaccudbukayun Oynné3Horo snugepmMonus3a (69), OCHOBaHHaA Ha NpU“MeHeHUN 
TPAHCMUCCMOHHON SNEKTPOHHOM MUKpOCKONUMN. Bein BbIeNneHbl TOV OCHOBHbIX TUNA: 
anvugepmonutuyeckui, niouvgonuyeckun u GepmMonutTuyeckun, UCXOfA U3 ypOBHA O6- 
pa30BaHua Ny3bIpen Ha yNbTpacTpyKTyPHOM ypoBHe. B 1980-x rofax Obina pa3paboTa- 
Ha TeXHUKa UMMYHOCpMOOpeCLeHTHOrO VccNnegAoBaHUA OOpa3lOB KOXKU, PAaCLUUPeHHaA 
BNOCNeACTBUN UMMYHOrMCTONOrMMYeCcKUMU MeTOAAaMU (AMMYHOrMC-TOXUMMeN VU UMMYHO- 
cbntoopecueHunen). C 1990-x rogoB nouTy Ans Kaxkgoro nog”Tuna BS 6binu onpegenenb! 
MYTAUUN B KOHKpeTHbIX FeEHAaX CTPYKTYPHbIX 6ENKOB KOK, KOTOPbIe UZMeHAIOTCA Npu BO. 

B Poccunckon Penepatnnu, cornacHo PeAepanbHomy 3akoHy Ne 323-03 (pen. oT 
25.06.2012) «O68 ocHOBax OXpaHb!I 300P0BbA rpaxKgaH B PoccuicKkon Pegepayuu», B 
KOTOPOM 3aKOHOAATeENbHO BBEACHO NOHATME PegKux (OpcbaHHbIx) 6bonesHen uv cornacHo 
KOTOpOMy OpcbaHHbIMU CUNTalOoTCA 3a6ONeBaHUA C paCcnpOCTPaHeHHOCTbIO He Gonee 10 
cnyyaeB 3a6oneBaHua Ha 100 000 Haceneumua [7]. 

Bo Knaccucbuupyetca B COOTBETCTBUN C Mopcbonornen KoxKU [11]. HacneoacTBeH- 
Hble BapvaHTb! BO B HacTOALee BpeMA passensatoTca Ha TOM OonbluNe rpynnbl B CO- 
OTBETCTBUN C YPOBHEM OOpa30BaHua ny3bipe B TKAHAX, OTAENbHO BbIZeNeH CUHAPOM 
KuHanep: 

* npocTon 6bynne3sHbIA snugepmonns (T1B9), 
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* NOrPaHU4HbIN OynnesHbIN snugepmMonns (MoB9), 

* AUcTpocbuyeckui 6ynnesHbIN snugepmonns (469), 

* CMHGpom KuHganep (pa3Hbii yOOBeHb OOpa3z0BaHuA ny3bipeln). 

B pe3ynbtate 3axVBNeHUA Ha KOKe NUOO He OCTaeTCA HUKaKUX CnegoB, nu6o 
octaeTca nvurmMeHTauva, nu6o pyOub! B Buse CKNagyaToN aTPOCUYHON KOKU, NULWEHHOU 
NpugatTKOB KOK (BONOCAHbIX CbONNUKyNoB, CaNbHbIxX VU NOTOBbIX *Kené3). Hanuuve unu 
OTCyTCTBUe pyOLloB AaéT OCHOBaHVe ANA pasgeneHua Bcex cbopM Ha ANcTpocbuyeckue 
YU npoctple [2]. 

BosneyeHHocTb 6onblworo 4uvcna reHOoB B NaToreHe3 3aboneBaHua OnpenenseT 
MHoroo6pa3ve KNMHUYeCKUux NpoABNeHUN. PacnpocTpaHEGHHOCTb NoparxKeHuA Bapbupyet 
OT NOKANUZOBaHHbIX BbICbINAHUN, OTPAHVYEHHbIX KOXKEN NaQOHeN VU NOAOLUB, HO reHe- 
PanU30BaHHbIX BbICbINAHU C BOBNeYeHVeM CNU3UCTbIxX O6ONOYUeK BHYTPEHHUX OpraHoB. 

YunTbiBan MHoroobpa3ve KNVHUYeCKUXx NpOABNeHUN BBO u CNOMKHOCTb KNMHNYe- 
CKOU QuarHocTuK, OnA nogTBepxgeHuA AuarHo3a HeEOOxoguMbI NabopaTopHo-nHcTpy- 
M@HTasIbHbIe MeTOAbI UCCnegoBaHua. C Wenblo NOATBeEpxKAeHUA ANarHo3a BBO npume- 
HAHKOT UMMYHOCDNIOOPECLIGHTHOeE AHTUTEHHOe KapTUpoBaHie (VAK), TpaHcCMUCcCCcuOHHyto 
ONEKTPOHHy!O MUKpocKonuto (TOM) uv MonekynApHo-reHeTuueckylo AvarHocTuky [4,11]. 

Llenb uccnegoBaHua. V3yuvtb OCOOeCHHOCTU KNUHUKU, QVNarHOCcTUKMY uv neYeHuA 
BBO. Paccmotpetb KnMHuYeckun cnyyan. 

Matepvan uv mMetogbl uccnegoBaHuar. fJaHHbie NUvTepaTyPHbIX UCTOUHUKOB nO 
Teme. OOcnegoBaHie NalWeHTa U aHanu3 ucTopun Gone3Hn. 

Pe3ynbTatbl uccnegoBaHua. Knuduyeckun cnyyan. Mauneunt M. 20 Quen >KU3Hu, 
noctynun B oTAenNeHVe HEOHaTONOrMM HalnoHanbHoro MeAUUWHCKOrO LeHTpa «LUncbo- 
Sax» rfywaH6e 17.10.2022, c xanoOamu co cnoB poguTenen: o6pa30BaHnue ny3bipen 
Ha KOXKE PYK, HOF, CNVHbI, NAaXOBON OONacTu, NOBbILIEHVe TemMNepaTypb! Tena fo 39.5, 
Kaluenb, 6eCNOKONCTBO, CH“>KeHNe anneTuta. 

V3 aHamHesa: peO6HoK oT 4 GepemMeHHOcTU, 4-bIx Cbu3MVONOrMYeCKUX CPOYHbIX 
pogos. BepemMeHHocTb npoTeKana Ha dboHe TA»Kenoro recto3a, OPBV B nepBom Tpu- 
mMecTpe, reCTaMOHHOrO NnvenoHedputa BO BTOPOM TpumecTpe. MpoBogunacb aHTubak- 
TepvanbHaa MW CuMNnTOMaTMYeCcKaa Tepanua. PeO6HOK posunca c macconu Tena 3500 rp, 
ANUHOU Tena 52 CM., B COCTOAHUN CpeAHeN TAXKECTU, C BONAbIPAMU Ha Nanblax pyK U 
Hor. CemeHbIN AHAMHe3 Ha Oynné3HbIN snugepmMonn3 OTpULaTeNbHbIN. Tlocne poKge- 
HUA HaxoAMnca B OTAeNeHUN peaHuMayuu posAoma. K TpeTbumM cyTKam yBenuyunocb 
KONUYECTBO Ny3bIpen, COCTOAHNe peOeHkKa yxyAWUNocb. Ha nATbIN HeHb ObIN nepeBegeH 
B Depmatonoruueckoe oTAeneHve. Bobin BbINvCcaH Ha 10 HeHb AOMON, HO Yepe3 4 AHA 
no yxyHWeHUlO COCTOAHMA ObIN GOCTaBNeH B OTAeNeHue HeoHaTONorun HMLI «LUncbo- 
O6axLu». 

Ha MOMeHT OCMOTpa OOLIEe COCTOAHNe TAKENOE, 3a CUET UHTOKCUKALIMOHHOrO UV 
OoneBoro CUHApomMos. BonesHeHHbii rpomkKui nay. NonoxKeHve akTUBHOe. Temnepaty- 
pa Tena 38.70C, macca Tena 3450 rp., gnuHa-52 cm. Y naliveHTa OTMeYanocb OOWINp- 
Hoe nopaxkeHue KOKU (30%), NoKanu3ytoljeeca Oonbuie B OONacTM KUCTeN Vu CTON, a 
TakKe KUBOTA, CNUHbI, ATOAUL, TA30BON OGnactTu. My3bIpu c Cepo3HO-remMopparM4uecKUM 
COfepxKUMbIM, KPOBOTOYAT, NO Tuny, K«OOOXKEHHON KOKU». B MecTax HavOonbluen TpaB- 
MaTU3alWU UMeNNCb 9poO3uV, KaK HOBbIe, TaK VU B CTaguu snuTenvu3zayuu c KopouKamu. B 
oOnactu neBonw cTonbI vMenuvcb aTpocbuyeckue u3mMeHeHUA KOKU. HenopaxéHHaa KOKA 
6e3 U3MeHeHUM, GNeAHO- posoBoro LBeTa. HorteBble NNacTMHbI Ha Nanblax BEPXHUX U 
HYXKHUX KOHEYHOCTEN AeECOPpMUpOBaHbl, YTOMLIEHbI, TYCKMbIe, CePO-KOPUYNHEBOIO LIBe- 
Ta, quctpocbuyubie. B cnu3uctou pta TakKe O6pa30BbIBaNUCb Ny3bipu, YTO 3aTPYOHANO 
KOpmneHve pebeuka. MutaHve nonyyan yepes 30H unu G6yTbINouKy. MbixaHue puTMny- 
Hoe, NPV ayCKyNbTal|Wu PpaBHOMePHO OCNaGNeHHoe, BbICNYLUUBAIOTCA BNadKHbIe Xpunbl 
Hag, BCeN NnoBepxHocTbW nerKux. Hf Go 70 B MUH. CepgseuHble TOHbI PUTMMUHBbIe, NpU- 
rnyWeHHble, TaxuKapguvaA fo 175 yg. B MUH, Np“ nepeBaskax U OOpaboTtkax paH go 186 B 
MUH. Ha cboHe SoneBoro CuUHApoma. 

NevyeHb NanbnupoBanacb Ha 2 CM HMWKeE OT pébepHoN Ayrn. KuBOoT np Nanbna- 
UU MaArKu, HEMHOrO B3AyT, GbesbonesHeHHbIN. HeBponoruyeckui cTatyc: GBuraTenbHaa 
A@KTUBHOCTb CHWKeHa, PECPNeKCb! BbISbIBAKOTCA, MEHMHManbHbIe CUMNTOMbI OTPULa- 
TenbHbIe. 

AaHHblie NabopaTOpHbIx UW UHCTPYMeHTaNbHbIX aHanu3oB. C nepBbix GHen ObiInu 
B3ATbI CnegAylouive aHanu3bl: OOM aHanu3 KpOBN — NumcdounTo3s (64,0%) HevTpone- 
Hua (26,0%), Koarynorpamma-ymMepeHHaa runepkoarynauua, OvoxumMUA KpOBU — Kpe- 
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A@TMHUH - 38,6 MKMOnb/n, OOM GenoK — 51 r/n, anbOymuH — 31 r/n,C-peakTMBHbIN 
Oenok- 6mr/n, GakTepuonormyeckuu NOCeB KPOBU - BbICeAH St.aureus, Oak. NOCeB U3 rop- 
na—St.pyogenus, St.aureus, VA kpoBu K LUMTOMeranoBupycy — 1:700, repnecy-1:400, 
xnamuguosy-1:160; renatute! B u C uv BUY-CMUO — otpuuatenbHble, o6uyyun aHanu3 
MOU VU Kana 6e3 u3mMeHeHU. Y3V ronoBHoro Mo3ra — yMepeHHoe pacluupeHue cyba- 
paxHOUfanbHoro NpOcTpaHctTBa, AVdbcby3Hoe FMNOKCUYeECKOe UZMEHEHMe NAPEHXMMBI FO- 
NOBHOrO Mosra. YMepeHHasw AuNaTaunaA COcCyANCTbIX CnneTeHun (nocTremMopparmyeckoe 
U3MeHeHNe), NCEBAOKUCTa COCygucToro cnneTeHuA cneBa. PeHTreH rpyGHON KNeTKU: 
O4arOBbIX NOPaxKEHUM NAapeHXUMbI NErkux HeT. 


a. J mek 
Puc.1 PedéHok M. BpookgeHHbIn Oynné3HbIM snugepmonns. [eHepanu3oBaHHoe 


a 
NOpaxkeHNe KOKU TYNOBULUA. 


a é 


rs J - of: a . a, a 
uc.2 PedéeHok M. FeHepanu3zoBaHHoe nopaxkeHue KOXKM TYNOBULA U KOHEYHO- 
cTen (O6pa30BaHue 3pO3Nl U KDOBOTOUALIMX pak). 


edeHoK M. TlopaxkeHue KOXxKY KVCTeN MW Mpeanneuba (rnyOokne A3BbI U 
TONCTbIe KOPOUKU), AUcTpocbua HorTen. 
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uc.4 PeOéHok M. BpicbixaHve KDOBOTOYALUNX 9PO3N V1 3B, SNUTeNNsaLNA paHe- 
BbIX NOBEPXHOCTeN Ha CboHe Tepanun. 

B Tepanuv npumeHannchb aHTMOakTepuvanbHble Npenapatbi rpynnbl Wecbanocnopn- 
HOB M MakponugoB (WecboTaKcuM, a3UTPOMULUUH), AHTUCTACDUNOKOKKOBbIN UMMYHOrNoby- 
TH, WUHNcby3M0HHaA Tepanua ANA BOCNONHEHUA 9KUAKOCTU UV aneKTponUTOB. KoppekluaA 
HEAOCTATOUHOCTU Genka NpoBosAMNacb pacTBopom AmuHona. OnA npoTMuBOBMpycHon Te- 
panun ucnonb30Banca raHuvkKnosup. Ex*xeqHeBHO NpOBOAMNAaCh CaHaLiva ny3bipen (Npo- 
KanbiBaHie, JpeHax, OOe33apaxKuBaHie). MpvmMeHAnNcb pacTBOpb! ANA npoMbIBaHnA 
paH MpoHTocaH, mMa3u BenaHTeH, BaktopaH, CyfoKpem, JleBomekonb, BUTaMuUHbI Au E, 
aTpaBmMaTuyeckie NOBA3KH. 

CocTosAHve naliveHta HOCMNO yYHAYNUpyloluMi xapakTep, MHUmMoe Onarononyuve 
CM@HANOCb yXyALUeHVemM. OTMeYanOCb OOpa3s0BaHue HOBBIX Ny3bIPeN pa3sHoN NoKann3a- 
LIU UV OObema C Cepo3HbIM CosepKuMbIM, Nocne oOpaboTKn, KOTOPbIX NOABNANMCh ANn- 
TENbHO HE3sa>KUBaloLuve 3po3nn. Hanuune B KpoBM U 3po3uax St.aureus CnocoOcTBOBano 
ObICTpOMYy VHCPULINpOBaHUtO paH VM yxyAWeHUto OOLyero COCTOAHUA. VMMYHHbIN CTaTyc 
HOBOPO)KAeHHOrO ObIN CHWDKEH 3a CYeT Hanus CenTuYecKoro NpOLecca. 

BpiBogb!. BOB oTHOcuTcA K YNcny TAXKENbIX BPOKAEHHbIX 3a60NeBaHUN Nepvoga 
HOBOPOXKACHHOCTU VU rpyAHoro BO3spacta. UacTo u3-3a MACCUBHOrO NOparxKeHUA KOKU U 
3aTpyOHeHuA KOpMNeHna Haomiogaetca NoTepa *KUGKOCTU UU Oenka, UTO TpebyeT Bocnon- 
HeHUA UX B BYE UHcby3un. OTMeYaeTCA UMMYHONOFUUeCKM DeECbeKT pasnuyHon cTene- 
HU. COCTOAHVeG NAWNEHTOB 3aBUCUT OT TLYATeNbHOFO yxoga, MU NosTomy um Tpebyetca 
@KeQHeEBHaa OOpabortka ny3bipen uv OOpa3yroLyUxca paH. [varHoctTuka pa3snuyHbix TUNOB 
Oynné3Horo snugepmMonu3a OCyLeCTBNAeTCA Np“ NOMOLM UMMYyHOrMcTONorMyeckux U 
reHeTMyeckux MeTomAUK. fleTu c AvarHo30m BOB nognexkatT gucnaHcepHomy Habénioge- 
Huo AepMatTonora, neguatpa, racTposHTeponora, OKynucTa, HeBponora u Apyrux cneLn- 
aNnUctoB; OonbHbIe AOMKHbI NONyYaTb KOMMNEKCHOe CTALINOHAPHOe NeveHue. 

CNUCOK JIUTEPATYPbI: 

1. AnbOaHoBa B.V. MeguunHckue KneTOoYHble TexHONoruu B Tepanuu OonbHbIx 
PeLIECCUBHbIM AUCcTpocbuyeckum S6ynné3HbIM snvugepmMonu30om. Metog BHYTPUKOXKHOrO 
BBegeHuA chu6pobnactosB / B.U.AnbOaHosa, A.O.Kapamosa, B.B.4uKun, A.A. MuHeesa // 
BecTHuk Gepmaton.-2015.-N93.- C.46-53. 

2. AnbOaHoBa B.V. Bynné3Hbii snugepmonns: nepBbid rog *«U3HU/ B.V.AnbOaHoBa 
// Poccunckuu BECTHUK NepvHaTonormn u neguatpuu.- 2010.-T.55, Ne3.-C.110-117. 

3. BeHoBa H.B. Momouwb geTam c 6ynné3HbiIm snugepmMonu3om: nannuatTuBHble 
nyTv peweHua npoonemp! / H.B.bexosa, K.V.[puropbes, K.B.KoBaneHoK// MeguuHckaa 
cectpa.-2013.- N28.- C.36-44. 

4. KyOaHos A.A. BpookgeHHbi Oynné3HbIN snugepMonn3: COBPEMEHHbIe MeTOAbI 
AuarHoctuku u Tepanuu / A.A. KyGaHos, A.O. Kapamosa, E.C. MoHyakosckaa // Mepcnek- 
TUBbI PereHepaTUBHON MeAMLMHbI. BeCTHUK HepmMatonoruu u BeHeponorunu.-2020.-96 
(1).-C.10-17. 

5. KyOaHosB A.A. Onugemvonorua uv COCTOAHNe OKa3aHUA MEAVLIVHCKONM NOMOLYM 
OONbHbIM BPOXKAeHHbIM Synne3HbiImM snugepmMonu3om B PoccuicKon Penepaunn /A.A. 
Ky6aHos, A.9. Kapamosa, B.B. Yuku // BecTHuk Poccuiickou akagemMun MegUuWHCKUXx 
HayKk.-2018.-73 (6).-C. 420—430. 

6. MaxHesa H.B. K Bonpocy AuvarHocTuKUY vu neYeHUA BpOXKAEHHOrO S6ynné3Horo 
anugepmonnaa / H.B.MaxHesa // Ycnexu COBPEMEHHOrO ECTeECTBO3HaHuA.- 2011.- Ne12.- 


www.1jsp.uz 


34 2023 / Issue 02 / Article 07 


International Journal of Scientific Pediatrics published: 28 February 2023 


C.41-43. 

7. DepepanbHbIi 3aKOH OT 21.11.2011 Ne 323-03 (peg. oT 25.06.2012) «O6 ocHo- 
BaX OXpaHbl 340POBbA rpaxkgjaH B Poccuickon Penepauun». 

8. Xérep Metep [. Detckan gepmatonorus / Mepespog c HemMeuKOrOo nog pea. 
A.A.Ky6aHoson, A.H.J bBoBa.-M.: BAHOM.- 2013.- 648c. 

9. Has C. Epidermolysis bullosa: Molecular pathology of connective tissue 
components in the cutaneous basement membrane zone / C. Has, A. Nystrym, A.H. 
Saeidian, L Bruckner Tuderman, J. Uitto // Matrix Biol.-2018.- Ne71-72.-C.313-329. 

10. Laimer M. Epidermolysis bullosa hereditaria / M. Laimer, J.M. Bauer, C.M. 
Lanschutzer // Akt Dermatol.-2010.-Ne36.-C.43-59. 

11. Fine J.D. Inherited epidermolysis bullosa: Updated recommendations on 
diagnosis and classification / J. D. Fine, L. Bruckner-Tuderman, R.A. Eady // J. Am. Acad 
Dermatol.-2014.-Ne70.-C.1103-1126. 


www.|jsp.uz 


35 2023 / Issue 02 / Article 07 


